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A method for screening for an increased risk of hypercalciuria comprising: 

(a) obtaining a sample nucleic acid from a subject; and ^^^^ 

(b) analyzing the san^le^wielerc^iHTo detect the presence or absence of a 
ic mutation in genomic region associated with an increased risk of 

developing hypercalciuria. 

2. The method of claim 1, wherein the hypercalciuria is further defined as absorptive 
10 hypercalciuria. 

3. The method of claim 1, wherein the hypercalciuria is further defined as 
osteoporosis with hypercalciuria. 



i 

The method of claim 3, wherein the osteoporosis with hypercalciuria is further 
defined as ideopathic osteoporosis with hypercalciuria. 

The method of claim 3, wherein the osteoporosis with hypercalciuria is further 
defined as postmenopausal osteoporosis with hypercalciuria. 

6. The method of claim 1, wherein the nucleic acid is DNA. 



7. The method of claim 1, wherein the subject is a human. 

8. The method of claim 7, wherein genoi^^re^ion is comprised in chromosome 1. 
< ^9r — ■ — .^Th g method o f clai mj, whery £cfa^genomi€"r^g^n4s-cor 




10. The methodsof claim 9, wherein the genomic region is located between markers 
D1S2681 andDlS28l$, 
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11. The method of claim 9, whereiir^he genomic region has a sequence contained in 
SEQIDNO:l. 

12. The method of claim 1, wherein the genomic region has a sequence 
at least one genetic sequence selected fromjhejpxaip^ the genetic 
sequences set fortbiiv^fiBankAccession # Z97876, GenBank Accession # Z99943, and 

^nMlcAccession # AL031733. 

Jo. The method of claim 1 , wherein the genomic region has a lod score of greater than 
3.0 but less than 30.0. 

J#. The method of claim 1 , wherein analyzing the sample nucleic acid is done with a 
PCR procedure, diagnostic RFLP analysis, RNase protection assay, or RNase mismatch 
cleavage assay. 

V5. The method of claim ^4, wherein analyzing the sample nucleic acid is done with a 
PCR procedure. 



16. A method of treating hypercalciuria cfompri^ing 

(a) screening for an increased rij^Qfhj^fc^ciuria using a sample nucleic 
acid from a patient; 

(b) detecthjg'SSTd increA^i^ffiik of hyppfcalciuria; and 

(c) ^-^treating the patient with an increased risk of hypercalciuria. 



The method of claim wherein the screening for an increased risk of 
hypercalciuria comprises: 

(a) obtaining a sample nucleic acid from a subject; and 

(b) analyzing the sample nucleic acid to detect the presence or absence of a 
genetic mutation in genomic region associated with an increased risk of developing 
hypercalciuria. 



A: 2 12291 (4JSZ01I.DOC) 



-141- 




18. The method of claim 16, wherein the hypercalcemia is further defined as 
absorptive hypercalciuria. 

19. The method of claim 16, wherein the hypercalciuria is further defined as 
osteoporosis with hypercalciuria. 

20. The method of claim 19, wherein the osteoporosis with hypercalciuri^/is further 
defined as ideopathic osteoporosis with hypercalciuria. 

21. The method of claim 19, wherein the osteoporosis with hypercalciuria is further 
defined as postmenopausal osteoporosis with hypercalciuria 



22. The method of claim 16, whereirf treatingjyie pat^n/ comprises the use of 
therapeutic, dietary or fluid regimens': 




23. The method of claim 22, wherein the treating the patient further comprises 
increased fluid intake, restricted sodium in&Kdor increased animal protein intake. 



24. The method of claim 22, when&n the treating the patient further comprises the use 
of thiazides, sodium cellulose phosphate therapy, or slow-release, neutral potassium 
phosphate salt. 

25. The method of clajm 22, wherein the treating the patient further comprises the 
treatment to prevent stone formation. 



26. A method for familial screening for an increased risk of absorptive hypercalciuria 
or osteoporosis with hypercalciuria comprising: 

(m obtaining a sample nucleic acid from a patient; 
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